The case history of a female patient presenting at the age of 25 with cystic fibrosis is described. Despite longstanding significant respiratory symptoms, she did not attend hospital until she was 23 and then failed to appear for further investigations and treatment.
Introduction
Cystic fibrosis is the most common autosomal recessive disorder in white populations with a prevalence of approximately one in two thousand. Hellerstein' reported the first case of cystic fibrosis to be newly diagnosed over the age of 20. Subsequent case reports of cystic fibrosis diagnosed in adulthood are rare. 2 We report an acute presentation of cystic fibrosis in an adult who developed complete distal small bowel obstruction within 5 days of admission with a chest infection.
Case report
A 25 year old female presented with a 3-day history of increasing cough, green sputum, and dyspnoea. There was a history of cough since birth with later development oftenacious yellow-green sputum, and shortness ofbreath on exertion. There was no bowel disturbance or steatorrhoea, but she had lost 12 kg in weight in 2 years. She had taken part in physical education at school and attended 'discos'. The only previous hospital attendance was at an outpatient clinic some 18 months previously when she was working as a machinist in a nylon factory. At that time she complained of recurring chest infections. She was cyanosed and had coarse crepitations on auscultation of her chest. She was felt to have bronchiectasis but failed to attend for sweat test or follow-up.
On examination, she was dyspnoeic at rest with central cyanosis and finger clubbing. She had pectus carinatum with bilaterally poor expansion, coarse crepitations and a wheeze. Investigations revealed a leucocyte count of 37.4 x 109 cells/litre, and P02 4.8 kPa, Pco2 7.4 kPa, and pH 7.28 on room air. Chest radiography demonstrated over-inflation of the lungs with widespread bronchial wall thickening and numerous small patches of consolidation throughout both lung fields. Electrocardiography showed a sinus tachycardia, right axis deviation and right atrial enlargement. Klebsiella and Pseudomonas species were cultured from the sputum. She was treated with oxygen and salbutamol by mask, intravenous aminophylline, hydrocortisone and antibiotics.
Five days after admission she complained ofcrampy abdominal pain, vomiting and constipation. There was generalized abdominal distension, tenderness and increased bowel sounds. Erect and supine abdominal radiographs revealed multiple small bowel air-fluid levels with moderately dilated loops.
She was treated conservatively with nasogastric suction and intravenous rehydration, but failed to improve. At laparotomy the terminal ileum was obstructed by solid faecal material over a length of 30 cm. An enterotomy was made just distal to the obstruction, and the faecal material 'milked' out. The enterotomy was then exteriorized. Post-operatively she required ventilation for 4 days and a considerable period of convalescence. During this period, the diagnosis of cystic fibrosis was confirmed by quantitative pilocarpine iontophoresis tests.
Discussion
Cystic fibrosis is a multi-system disorder involving all exocrine glands.3 With vigorous physiotherapy and antibiotic therapy the outlook has changed with up to 75% of affected individuals now reaching adult life.2 In addition, up to 5% of patients with cystic fibrosis are not diagnosed until adulthood.4 This may reflect a mild end of a continuous spectrum of clinical disease or an improved prognosis in those without pancreatic insufficiency.2 Others may have been incorrectly diagnosed as suffering from coeliac disease, tuberculosis, bronchiectasis or bronchial asthma. 5 The diagnosis of cystic fibrosis may be difficult in adults as they often do not present with the classic textbook description ofthe disease.
The commonest presentation in adults is recurrent chest infections.3 Pancreatic insufficiency, nasal polyps, and paranasal sinusitis, and infertility are other common manifestations. Intestinal complications are also frequent in established cases with 32% of patients experiencing at least one episode of constipation and 9% developing distal intestinal obstruction syndrome.6 Precipitating events such as dehydration associated with fever or pulmonary exacerbation, newly prescribed narcotic analgesics, discontinuation of enzyme supplements or a change in the diet may be identified in the majority of patients with distal intestinal obstruction syndrome. 6 Patients known to have cystic fibrosis with distal intestinal obstruction syndrome should be treated with rehydration, gastric decompression, enemas and nasogastric infusions of acetylcysteine, pancreatin or balanced intestinal lavage solution.6 If such measures are unsuccessful then operative intervention is necessary. However, it has been stressed by Price7 that significant deterioration in lung function occurs after even brief anaesthesia.
The condition of the chest in cystic fibrosis usually determines the length of survival. Early diagnosis in this case, with referral to a cystic fibrosis centre, may have retarded the progressive pulmonary damage and prevented the distal intestinal obstruction syndrome. This case serves to emphasize the existence of undiagnosed patients suffering from cystic fibrosis within the community.
